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PE3IOME

Lenb uccnenoBanus: oyeHums IpGekmusHocmy NpeHamanbHol OUA2HOCMUKU I HCeHWUH C NOCMHAMAJbHO OUA2HOCMUPOBAHHLIMU XPOMO-
COMHbIMU abeppayuamu y Oemetl.

Marepuan u MeToabl: NPOBEOEHO onucamesibHOe nonepeyHoe pempoCneKmMuUGHoe UCCIe008aHuUe, 8 X00e Komopo2o Uusy4yeHvl 0aHHble MeOuU-
YUHCKOU O0KYMEHMAyuu, AKyWepCKO-2UHEKO02UHECKOL 0a3bl OAHHBIX, PE3YAbMAMO8 NPEHAMAIbHO20 CKPUHUHEA HCEHWUH — HCUMEIbHUY,
Anmatickozo kpas, poouswiux demeti ¢ XxpoMocomHbimu abeppayuamu (XA ) 3a nepuood 2017—-2019 2. Obcaedosanue 8Ka04AI0 MAKNCE PAC-
yem UHOUBUOYAIbHO20 PUCKA XPOMOCOMHOU namoJio2uu niooa ¢ nomoujbio npoepamm Astraia u PRISCA.

PesynbraTbl MCCIIENOBAHUS: 30 YKA3AHHbIL nepuod 8 Anmatickom kpae poounocs 69 demeli ¢ XA, 6onvuiuricmeo (90,0%) — ¢ cunopomom
Jayna, npu amom desotek poounoce 6 1,7 paza bonbuie, 4em mManbyukos. CpeoHuti 603pacm HCeHWUH, poougwiux demeti ¢ NOCMHAMANBHO
YCMAHOBNEHHOU XPOMOCOMHOU namonozuell, cocmasun 35 nem, npu amom 6 4,3% cayuaes 603pacm mMamepu Ha MOMEHM PONCOEHUS pebeHKa
Obl1 21,3 200a, 6 40,6% — 31,2 200a. Kancoas emopas scenwjura (55,1%) 6vina cmapwe 35 nem. PempocnekmugHblil aHaiu3 namosozude-
CKUX NPeHamaJlbHbIX MAapkepos U asmomamu3upo8aHHtbili paciem uHOUSUOYaIbHO20 PUCKA NOKA3aau, Ymo 8 79,7% cay4aes puck XxpomMocom-
HOU namoniozuu nao0a 6bin cpeOHULl UnU 8bICOKULL, Npu MAKOL cCMeneHu PUcKa MOJCHO YCMAHOBUMb OUAZHO3 NPEHAMAbHO, u auuib 6 20,3%
CyHaes omcymcmeosanu 3xogpaguyeckue u OUOXuUMUHecKue MapKkepbl XpoOMOCOMHOL namonozuu naooa. B 20,3% cayuaes omcymemaosan
PAHHUL NPEHAMANbHYIL CKPUHUHE 8 C8A3U € NO30HEL! A8KOU OEPEMEHHbIX 8 HCEHCKYIO KOHCYbmayuto. Haubonvuiyio a¢ppexmusHocmy 6 Ka-
yecmee NPeHamanbHeIX Mapkepo XA nokazanu 3XoMapKkepbl, 8biS8JIEHHbIE BPONCOEHHbIE NOPOKU PA38UMUS U PE3YIbMAambl OUOXUMUHECKO20
o06cnedosanus 8o Il mpumecmpe.

3akiouenue: coO00eHUE MEXHOI02UU NPEHAMAIbHO20 00CNe008AHUS 05 BbIABAEHUS XPOMOCOMHOU NnamMo02uu na100a N0380aUm ceoe-
8PEMEHHO YCMAHOBUMb 0UAZHO3, NPEAOCMABIAS CEMbE NPABO PElamy 80npoc 0 Yeaecoo0pasHoCmu NPOAOH2UPOSAHLS OEPEMEHHOCMU.
KJIIOUEBBIE CJIOBA: npenamanbHblli CKpUHUHE, XPOMOCOMHAS NAMOJI02Us, 8PONCOEHHbIE NOPOKU pa3gumus, KapuomunuposaHue, Meou-
KO-2€eHemuyieckoe KOHCYIbmuposaHue, HeUHB8A3UBHbIL NPeHamabHbIl mecm.

JJ1s1 HUTUPOBAHUA: Jyoapesa F0.A., LLlununos A.A. OyeHka 3¢ppekmugHoCmu NpeHamabHol OUA2HOCMUKU Y HCEHUJUH C NOCMHAMAalb-
HO OUA2HOCMUPOBAHHBIMU XPOMOCOMHbIMU abeppayusmu y Oemeti. PMPK. Mamp u oums. 2021;4(1):42—45. DOI: 10.32364,/2618-8430-
2021-4-1-42-45.
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ABSTRACT

Aim: fo assess the efficacy of prenatal screening in women those children were diagnosed with chromosomal aberrations postnatally.
Patients and Methods: this descriptive cross-sectional retrospective study was performed to analyze medical records, obstetric gynecological
database, and the results of prenatal screening in women (Altay Region residents) who gave birth to children with chromosomal aberrations in
2017-2019. The examination also included the calculation of the individual risk of fetal chromosomal aberrations using Astraia and PRISCA
software.

Results: in 2017-2019, sixty-nine children with chromosomal aberrations were born in the Altay Region. Most (90%) children were diagnosed
with Down’s syndrome. More girls were born than boys (1.7:1). The mean age of women who gave birth to children with chromosomal
aberrations diagnosed postnatally was 35 years. In 4.3%, mean mother’s age was 21.3 years. In 40.6%, mean mother’s age was 31.2 years.
Every second woman (55.1%) was older than 35 years. A retrospective analysis of pathological prenatal markers and automated calculation
of individual risk have demonstrated that the risk of fetal chromosomal aberrations was moderate to high in 79.7%. In this risk score, the
diagnosis can be verified prenatally. Sonographic and biochemical markers of fetal chromosomal aberrations were lacking in 20.3%. Early
prenatal screening was not performed in 20.3% due to late referral to the maternity clinic. Sonographic markers, diagnosed congenital
anomalies, and biochemical tests in the second trimester were the most effective prenatal markers of chromosomal aberrations.

Conclusions: following the technology of prenatal screening to identify fetal chromosomal aberrations allows for verifying the diagnosis and
granting the families the right to decide on the utility to prolong pregnancy.
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BBENEHUE

[po6nema mnpeHaTtanabHON [OUArHOCTMKM BPOXKIEHHBIX
nopokoB passutust (BIIP) m xpomocomHo#t mnartonoruu
IJI0/la B HACTOsILIee BpPeMsl OCTAETCsl aKTyasbHOH, HECMO-
Tps Ha NMOBCEMECTHOe BBeJleHHWe CKPMHUHTOBbIX MPOTrpaMM
IUIs BbiBJIeHMs JaHHOiM natonoruu [1]. 3abosneBaemMocTb
IeTell MepBOro roja >KU3HH, CBSI3aHHAsl C BPOKIEHHbIMU
anomanusmu (BIIP), nedopmauusiMu 1 XpOMOCOMHBIMK
HapylUeHUsIMH, 32 MOCefHHe oAbl 3HaUUTEIbHO BbIPOCTA.
Tak, ecnu B 2005 r. naHHbIi nMokasaTenb coctaBun 84,7 ThiC.
(13 3apeructpupoBanHbix 3625,4), To B 2010T. — 125,3
(u3 4419,3), B 2017 1. — 139,7 (u3 4454,7), B 2018 1. —
141,4 (u3 4260,3) [2].

3HaUMMOCTb NpeHaTanbHOM AMAarHOCTMKM XPOMOCOMHBIX
CHMHIPOMOB HEOCHOpMMa, TaK Kak POxkieHHe pebeHKa ¢ Xpo-
MocoMHbIMK abeppausiMi (XA), He AMArHOCTHPOBAaHHBIMH
TNIpeHarasnbHoO, He TOJIbKO CO3JaeT NCMX0IMOLMOHaIbHbIe NPO-
OneMbl, HO M CONPOBOXKIAETCS COLMAIbHO-9KOHOMUYECKH-
MU noTepsiMU B ceMbe U obtuecTse [3]. B Hacrosiiee Bpemst
B Poccuu npoBoauTCs MpeHaTasbHbli CKPUHUHT GepeMeHHbIX
Ha Hanbonee yacTole XA, TakKe Kak TPUCOMMUS [0 XPOMOCOMaM
21, 18, 13, KoTOpbIit BKJIIOYAET MepBblii yIbTPa3ByKoBoi (Y3)
ckpuHuHr B 11,0—13,6 HeAl. Ha 3KCNIEPTHOM YPOBHE C OHOBpe-
MEHHbIM HCCTIe0BaHNeM OMOXMMUUYECKHMX MapKepoB (accoLy-
MPOBaHHbIil ¢ GepeMeHHOCTbIO npoTerH A mnasmel (PAPP-A)
1 cBo6OHas B-CcyObenrHILa XOPUOHUUECKOrO FOHaZOTPOIH-
Ha uernoseka ($-XI'Y)) [4, 5].

Ha ceronHsiiinmit neHb npeHaTaabHbIM CKPUHUHTOM OXBa-
ueHo oKkoso 83—88% GepeMeHHbIX, HECMOTps Ha 3TO, pOKIe-
HUe JieTell ¢ XxpOMOCOMHOJ1 NaTosorueit He MMeeT TeHeHLNU
K CHM3KeHHIO Kak B Poccuy, Tak v B Mupe B LiesioM [6, 7].

Lenb uccremoBaHus: OLEHUTb 3PQPEKTUBHOCTb IpeHa-
TaJIbHOI AMarHOCTHMKH Y SKEHILMH C MOCTHATaJIbHO AUarHOCTH-
poBaHHbIMU XA y fieTeil.

MATEPUANT U METO[IbI

[lpoBeneno omnucarenbHoe MoNepeyHoOe pPeTPOCMeKTHUB-
HO€ HCCllefloBaHKe C MCMOJb30BaHWEM [aHHbIX MeIWLIMHCKOM
IOKyMeHTaLuu, 0a3bl [JaHHbIX Pe3ysbTaTOB MPEHATalbHOro
CKpMHMHTA 69 >XeHILMH, POOMBIUKX fieTeil ¢ XA 3a mocnenHue
3roga (2017—-2019 rr.) B Antaiickom kpae. CrieiyeT OTMETHTb,
YTO JIMarHo3bl He ObUIM YCTAHOBJIEHbI HA JTalle MpeHaTasbHOM
IMarHOCTHKU. VccnenoBanre NpoBOAMIOCh HA OCHOBAHKM CBe-
JEHUH, TIPeNoCTaB/IeHHbIX AJITaiCKOM MeKPErMOHaIbHON Me-
IMKO-TeHeTUYeCKO KOHCysbTauueit (r. bapHayn) u LeHTpoM
npenatanbHoii auarHoctukd KI'BY3 «AKKIIL» (r. Baphayn)
3a nepuop 2017-2019 rr.

llpoBeneH moppoOHbIN aHanM3 MpeHaTaabHbIX (aKTO-
POB pHCKa XPOMOCOMHOIi TaTOJIOTMK COTJIACHO OOLIENpPHUHSI-
TBIM MOZAXOJAaM K MPOBEJEHNI0 NpeHaTanbHOro o6cienoBa-
Husg [4-7].

O6cnenoBaHKe BKIIOYAIO pacyeT MHANBUAYaIbHOrO prcka
XPOMOCOMHOI# MaTOJIOMMK MJI0Za C MOMOLLbIO TPOrPAMMHOr0
obecrnieuenus Astraia Ha Moztye, paspabotanHom PoHIoM Me-
nuumsel wiopa (FMF) [5-7]. Puck onpenensiicst Kak BbICO-
Kuii npu noporosoit orceuke 1:100 u Bbillle, B AanbHeliieM

B XOZle MeJMKO-TeHEeTUYECKOr0 KOHCYJIbTHPOBaHUsl peLuascsl
BOMNpPOC O MpPOBEeJEeHWM MHBA3MBHbIX METOZOB NUarHOCTHUKK
(6roncun BOpCHH XOpHOHA, KOpAoLeHTe3a). B pamkax aBTo-
MaTM3MPOBAHHOI Nporpammbl Astraia pacuer pucka B | Tpu-
MecTpe NPOBOJUTCS HA OCHOBAHUM AHAMHECTUYECKUX JJAHHBIX,
pesysbraToB 6roxumuyeckoro ckpuxuura (PAPP-A u 3-XI'Y)
1 Y3-mapkepoB XA (paciuvpeHre BOPOTHUKOBOTO NPOCTPaH-
CTBa, MMIOIJIa3Kst UK OTCYTCTBHE U300paskeHNst HOCOBBIX KO-
creit 4 Ap.), ycTaHoByeHHbIX B 11,0—13,6 Hexn. Ha sKCnepTHOM
ypOBHe.

Jlanee ocCylecTBsIOCH BTOpPOe CKpWHMHroBoe Y3U
B cpoke recrauuu 19,0-21,6 Hen. [lpu orcyTcTBHM nep-
BOTO MpEeHaTajbHOrO0 CKPMHMHrA M pacyeTa pUcKa WK MpU
HaJIMuMK JIONOJIHUTEJIbHBIX OKA3aHMi1, KOTOpble Onpesens-
JIUCb B paMKax MeAMKO-TeHeTU4eCKOro KOHCYJIbTUPOBaHuUS,
paccuMThIBaNM MHAMBUAYaJIbHbII PUCK MO pedysbraTtam 00-
cnenoBaHus, nposenenHoro Bo Il Tpumecrtpe. JaHHoe 06-
CJlelOBaHKe BKJIIOYAJIO BTOPOH OMOXMMWYECKMiI CKPUHUHT
B 16-18 Hen. (o-deronporeun, XI'Y, acrpuon) u Y3U
B 18-21 Hen., c nocnenyoLUM NPOrpaMMHbBIM KOMILIEKC-
HBIM PacyeToOM MHIMBUAYAJIbHOTO PUCKA POKIeHHs pebeHKa
¢ xpomocomHoit nartosnorueit (PRISCA-2), u npu Hanuuun
noporosoii oTcedkn 1:250 pekOoMeHIOBanuCb WHBA3UB-
Hble METOAbl MpeHaTaJbHON AMarHOCTUKW. [lokasaHuem
K MPOBEJEHUI0 MHBA3UBHbIX METOJIOB MCCJIEZIOBAHMUS TaKXKe
seasinnch BIIP, koTopble MOXXHO paccMaTpuBaTth Kak ¢peHo-
TUMUYecKoe npossiaenre XA y nioza, Tak M B KauecTBe ca-
MOCTOSTEJIbHOM MaTOJIOTUH.

CraTHCTUYeCKyI0O 00pabOTKy HaHHBIX MPOBOAMIMU C MC-
TN0J1b30BaHKEM KOMMbIOTepHbIX nporpamMmM Microsoft office
(Word 2007, Excel 2007), nakeTa npukaagHbIX MporpaMm
STATISTICA 7.0 (StatSoft Inc., CLLIA). Ins pacyera u aHa-
7M3a KaueCTBEHHbIX MOKasaTesleil UCNoab30Baan abcomoT-
HOEe 4YMCJI0 W [0/ 3TUX 3HayeHUd (OTHOLLIeHWe uucnia
006cenoBaHHbIX MALMEHTOK, 0071aaI0LMX U3y4aeMbIM MpH-
3HaKOM, K O0lLeMy 4KCIy MaLUeHTOK). 3HaueHuns! JOIeBbIX
rioKasaresieil pejCcTaBjieHbl B BUe JOBEPUTENIbHBIX UHTEp-
BaJIOB.

CpaBHUTebHBII aHANIM3 Ka4eCTBEHHDbIX IepeMEeHHbIX BKJIO-
4ajl MOCTPOEHKe TabuL COMPSIKEHHOCTH 2x2 U OLEHKY C M0-
MoLbio KpuTepust duiiepa i ® ¢ nonpaekoit Merca Ha He-
NPepbIBHOCTb.

PE3Y/ILTATBI UCCIIENOBAHUS

Bcero 3a 3 ronma B AnTaiickoM Kpae poxusnocb 69 nereit
cXA:22—-820171,29—82018r.118 —82019T.

PerpocrnekTvBHbII aHanM3 MOKasalu, 4TO OGOJIBLIMHCTBO
JeTeil C TOCTHATalbHO YCTAHOBJIEHHbIMM XA MMeNnu CUH-
apom HlayHa (47, XX+21, 47, XY+21) — 63 (91,3+6,6%) pe-
Oenka. CyllecTBEHHO peske BbISBIISUIMCh CHHAPOM DaBaprca
(47, XX+18, 47, XY=18) — y 2 (2,9+0,5%) mereit, cuH-
apowm [laray (47, XY+13) — y 1 (1,4£0,3%) u npyrue XA —
y 3 (4,3£0,6%).

Cpenu Bcex ponMBliMxcsi meTeit ¢ XA neBovek Oblio
B 1,7 pasa Gonbliue, yeM ManburkoB: 62,3+1,4% u 37,7+1,4%
cootBercTBeHHO (p=0,001). CoueraHne XpPOMOCOMHO# ma-
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tonorun W BIIP BeisBreno y 12 (17,4+1,2%) nereit, U3 HUX
y 50,0+6,1% oTMeueHbl BPOXKZIEHHble MOPOKMU cepaua (mpe-
0071a7al0T  aTPUOBEHTPUKYJISIPHbIE ~CenTaybHble J1eeKTb),
Ha BTOPOM MecTe OblIM MOPOKM MOYEBbIIEUTENbHOM CHUCTe-
Mbl — y 25,0%3,7%, MOPOKU OMOPHO-IBUraTeNbHON! CUCTe-
Mbl — y 8,3%2,7%, nopoku XKKT —y 8,3+2,7%, nopoku LIHC —
y 8,3+2,7%.

Bospact keHLMH, pOIMBLUMX JeTeii C MOCTHarasb-
HO YCTaHOBJIEHHOM XPOMOCOMHOM MaToJIOTHe, COCTaBUII
35,0+2,3 roga. Ilpu stom B 4,3% ciyyaeB BO3pacT marepu
Ha MOMEHT poskzaeHus: peberka O6bu1 19-25 ner (B cpenHem
21,3+2,1 rogna), B 40,6% cnydyaeB — 26—34 rozna (B cpenHem
31,2+2,6 rona). [pu aToM Kaxkpast BTopast xkeHiuHa (55,1%)
Gbina crapiue 35 ner (cpenHuii Bo3pact 39,0+2,1 rozna).

Ananus nokasan, yro y 14 (20,3+1,1%) skeHLMH OTCYyT-
cTBOBanM asxorpaduueckue mapkepbl XA, BIIP, otkioHenus
B OMOXMMMYECKMX 0KA3aTessiX, I03TOMy MpeHaTalbHasl KOH-
CynbTaLusl reHeTHKa He npoBoaunace. B 79,7+£1,1% cnyuaes
MMeJHCh NpeHaTanbHble Mapkepbl XA. Cpeny Bcex npeHartaib-
HbIX PaKTOpoB pucka y 23,6%1,5% KeHLUMH NPUCYTCTBOBAIN
sxorpaduueckre MapKepbl XpOMOCOMHONM MaTOJOrMK 1043
1py NepBOM U BTOPOM Y3-ckpuHuHrax, y 21,8+1,5% — BIIP
u 'y 40,0+1,7% — OTKIOHEHUsI B OMOXMMHUUYECKMX MapKepax
I umu 11 Tpumectpa, npu 3tom B 14,5+1,3% cnyyaeB umenoch
COYeTaHue 9X0- 1 GUOXMMUUYECKNX MapKepOB.

Cpenn 00C/eOBAHHBIX JKEHIIMH Yy KaX[0il TpeTbeii
(34,5%) npu Bropom Y3-ckpununre (19,0-21,6 Hen.) BbisiB-
nsMch 1Ba U Gosee axorpaduiecKux MapKepoB XpOMOCOM-
HOI1 MaToJIOrMK MJ104a, TaKMe Kak TMIIONJa3usi KOCTell Hoca,
BEHTPUKYJIOMeranusi, M1eJI03KTas!sl, TUIepaXoreHHbli Gpokyc
B JIGBOM JXKeJy/I0UKe CepJiLia, eIMHCTBEHHas apTepys MyMoBU-
Hbl 1 1p. BIIP, BbisiBNIeHHbIe aHTeHATalbHO, HanOoee YacTo
accoLMMpPOBaHHbIE C XPOMOCOMHOM NaTOJIOrUel 11710112, TaKKe
SIBJISUTCb TTOKA3aHHeM K MPOBEeIeHUI0 MHBA3MBHBIX METOLOB
o6cnenoBannst y 21,8% skeHwuH. B oTanune ot sxomapke-
pos Il TpumecTpa usonupoBaHHble aXorpaduieckrne MapKepbl
| TpumecTpa MMenu MeHbLIYI0 TPOrHOCTUYECKYH0 3HAUMMOCTb
1 0OHapYKUBaNUCh y 7,3% KeHILH. Buoxumuueckne mapke-
pbl | TpumecTpa nokasanu CBOK UyBCTBUTENBHOCTb Y 14,5%
KeHIUMH, Mapkepsl Il TpumecTtpa Gbutn u3meHeHbl B 21,8%
cny4aes (a6 1).

ABTOMAaTH3MPOBaHHAs OLIEHKAa PUCKAa XPOMOCOMHOI1 NaTo-
JIOTMHM TJ10[a 1OKasasa, YTO BbICOKUM MHAMBUIYaJIbHbIA PUCK
(Astraia, PRISCA) nmenu 43,5+ 1,4% skeHILMH, CPEIHUIT PUCK —
18,8+1,1%, BIIP (Haubonee yacto accounmpoBaHHbie ¢ XA) —
17,4+1,1%, cnenoBaTesnbHO, BCe 3TW MALMEHTKM HYXIAIUCh
B [IPOBEJIEHNY NIPEHaTaIbHO MHBA3UBHOM AMAarHOCTHKH, 3@ UC-
kmoueHreM 20,3+1,1% >KeHIUMH, y KOTOPbIX OTCYTCTBOBAJIU
3X0- 1 GMoxMMUUeckre Mapkepbl XA.

Heo6X0aMMo OTMETHTb, YTO M3 BCEX SKEHLIMH Y Kak[oii
nsiroii (20,3+1,1%) Obl1 MpomMyleH paHHMIi peHaTasbHbIi
CKPMHHMHT B CBSI31 C O37IHE SIBKOI B )KEHCKYIO KOHCYJIbTALIMIO.
PerpocnexTuBHbIN aHanM3 MeQMULMHCKOM NOKyMeHTaUuuu no-
KasaJl, YTo MO pe3ysbTaTaM MeJUKO-TeHeTHUECKOr0 KOHCYJIb-
TUPOBaHMsl Kakmo BTOpoit Gepementoi (38—55,1£1,4%)
PEeKOMEH/I0BaHO TpOBeJeHWe WHBA3UBHOW TpeHaTasbHOM
IMarHOCTUKM C LieJIbl0 MPEeHaTalbHOro KapUMOTMITMPOBAHMSI.
Bce nauueHTKM OTKasanucb OT MHBA3MBHbLIX MAaHUITYJISILIMI
1 odopmunu nHOpMHPOBaHHbIN OTKas. Bocbmu (14,5%)
GepeMeHHbIM B CBsi3M C BbisiBNeHHbIMM BIIP npennaranoch
npepbiBaHne OepeMEHHOCTH M0 MEeOMLMHCKUM TOKa3aHUsIM
CO CTOPOHBI MJIOAA, HO OT HUX TaKXe MoJIyuyeH MHPOPMHUPO-
BaHHbII OTKa3.

Ta6bnuua 1. MNMpeHaTanbHble hakTopbl pUCKa y XEHLLMH
C nocTHaTanbHO AMarHOCTUPOBaHHbIMU XA y fleTen

Table 1. Prenatal risk factors in mothers who gave birth to
children with chromosomal aberrations diagnosed postnatally

dakTop pucka XA

Konuyectso nauyMeHTok

Risk factor of chromosomal aberrations Number of women

[1Ba 1 6onee Y3-mapkepa XA npu 1-m CKPUHUH-
re (11,0—13,6 Hen.)

Two or more sonographic markers at the 1%
screening (weeks 11.0—13.6)

4 (7,3£0,9%)

[lBa 1 6onee Y3-mapkepa XA npu 2-m CKPUHUH-
re (19,0—-21,6 Hep.)

Two or more sonographic markers at the 2"
screening (weeks 19.0—21.6)

19 (34,5+1,7%)

Bpomnguuble noquu passutus 12 (21,8+1,5%)
Congenital anomalies

N3menenus Guoxumudeckux mapkepos | Tpume-
ctpa (PAPP-A, B-XI'Y)

Changes in biochemical markers of the 1¢
trimester (PAPP-A, 3-hCG)

8 (14,5+1,3%)

Buoxumuyeckue mapkepsi Il Tpumectpa (AP,
XI'Y, actpuon)

Biochemical markers of the 2" trimester (AFP,
hCG, estriol)

12 (21,8+1,5%)

OBCYKIEHUE

[lpoBenenne mMaccoBOro paHHero MpeHaTanbHOro CKpH-
HuHra B 11,0-13,6 Hen. ¢ Mcrnonb3oBaHMEM aBTOMAaTHU3UPO-
BaHHOrO pacyeTa WHAMBUIYaJIbHOTO pucka XA C MOMOLLbIO
nporpamMmHoro Moznyns Goxga MeauLyHbI N7107a MOKa3blBaeT
OYeHb XOpOLUME Pe3ysbTaThl U MO3BOJISIET BbISIBUTb SKEHLIMH
C BbICOKMM M CPEIHMM DUCKOM XPOMOCOMHOH NaTOJIO0TMK
ioaa, C MOCIENYIWMUM J000CTeN0BaHUEM U YTOYHEHHEM
JIMarHo3a C MOMOIIbIO MHBA3WBHBIX MeTOmOB [5]. B Hacrosi-
1llee BpeMsl BCeOOLIMe YCHKS Bpadeil — reHeTHKOB, akylie-
POB-TMHEKOJIOTOB, Bpauei (PyHKLMOHAJIbHOM JMarHOCTHUKU
HamnpasJieHbl Ha KaK MOXHO GoJiee MOJIHOe BbISIBJIEHUE MJI0ZI0B
c XA B 11,0-13,6 Hex., B cpeiHeM 3TOT OKa3aTeJb ceivac co-
crasnser 72,1% ¢ HeKOTOPbIMU Pa3IMUUSIMU HA PETMOHAJIbBHOM
ypoBHe [6]. B To ke Bpems B Halleii cTpaHe A7 OLEHKU Mpe-
HaTaJIbHOro pucka XA y 1j107ia B OCHOBHOM UCTOJIb3YIOTCS 9X0-
rpaduueckue 1 Groxummyeckne Mapkepet Il Tpumectpa [6, 7].
B Hawem nccnenoBanny, NpoBeSeHHOM PETPOCMEKTUBHO, yKe
1o PaKTy MNOCTHATAIbHO AMArHOCTUPOBAHHDbIX XA, yCTaHOBJIe-
HO, UTO Y KaKI0M MSTON JKEeHILMHbI OTCYTCTBOBAJIM 3X0- U O1O-
xumnueckre mapkepbl XA I u Il tpumectpos, y 20,3% eHLInH
He MPOBeeH PaHHUI MPeHaTabHblii CKPUHUHT M3-3a MO3IHEN
IBKU. B 9TO#1 CBSI31 MOSKHO yTBEpsKAATh, YTO HAMOObLLIEN Ib-
(EeKTUBHOCTbIO B IpyMIe C NOCTHATAJIbHO BbISIBJIEHHBIMU XPO-
MOCOMHBIMU CUHIAPOMaMH Y fieTeii 0671anaoT mapkepsi Il Tpu-
MecCTpa, Kak sxorpaduyeckue, Tak u ornoxumumueckue. Kasxknoii
BTOpOI1 >XeHlMHe (55,1%) npeanaranach MHBa3WBHAs MPEHa-
TanbHash JMArHOCTMKA IJIs1 UCCIIeOBaHMSI KapUOTHIIA TUIOA,
HO MaLMeHTKH KaTeropuuecky oTkasasuchb. [lonyueHHble Hamu
B XOJie MPaKTUYECKOil paboThl M HACTOSILEr0 MCCIENOBaHUs
JaHHble O MPUYMHAX OTKa3a OT OOCIeOBaHMsI COITIACYIOTCS
C BbIBOJAMHM JIpyrux aBTOpoB. OCHOBHOI MPUYMHOI OTKa3a
SIBJISIETCS1 CTPAX OCJIOKHEeHWi MHBAa3WMBHOM MpPOLeAYpbl, HEKO-
TOpble NALMEHTKU He MOMIM OObSICHUTD MPUUMHBI OTKa3a WK
BBbICKA3bIBaJIM PELIMMOCTb POAUTb pebeHKa, HECMOTPs Ha PUCK.
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[pu 3TOM Hamy, Kak 1 ApyrumK aBTopami [8], Obina 4eTko
YCTaHOBJIEHA 3aBUCHMMOCTb PELIEHHsI SKEHILMH OT ONpeziesieH-
HbIX YCTaHOBOK Bpaya-reHeTWKa, MPOBOJSILErO KOHCYJbTU-
poBanue. KoMMyHMKaLMst Bpaya ¥ MaLMeHTKH MPU KOHCYJIb-
TUPOBaHMK M0 MOBOAY BbICOKOro pricka XA y miona tpebyer
onpeneneHHoi GOpMbI NpesCcTaBieHusl MHGOpPMaLKH, B 3aBU-
CHMOCTH OT COLMAJIbHbIX, MOPaJIbHBIX, PEJIMTMO3HBIX YCTaHO-
BOK KOHKDETHbIX JKEHLUMH, NPU COXpPaHeHUM OIpeesleHHOM
HefiTpasbHOCTH Bpaya [8].

[lepcrneKTMBHBIM HEMHBA3MBHBIM METOLOM 0o0Jiee TOYHOro
orpefiesienyst peHaTalbHOro pucka XA B rocyZlapCTBEHHBIX Y4-
PesKIEHNsIX MEINKO-TeHEeTUUECKOr0 KOHCY/IbTUPOBaHHSI SIBJISIETCS]
HEeMHBAa3WBHbII MpeHaTasbHbIi TECT, KOTOPbIii TIO3BOJIAET YMEHb-
IINTb KOJIMYECTBO MHBA3WBHBIX MPOLEAYP U MOBBICUTb 3pdek-
TWUBHOCTb MPEHATAJIbHOM IMarHOCTUKY XPOMOCOMHOJ MaTOJIOTHMU.

3AK/TIOYEHUE

CobionieHrie Cpoka MNpOBENEHHs] OLEHKM [peHaTalbHO-
ro pasBWTHs IUIOZiA C MCMOJIb30BAaHWEM aBTOMAaTM3MPOBAHHO-
ro pacueta MHOMBUAYaJIbHOrO pUCKa XPOMOCOMHOM MAaToNOrMu
MO3BOJISIET CBOEBPEMEHHO BBISIBUTb TPYIIY BbICOKOTO PHCKA
¥ POBECTH HEOOXOAMMBIE IMarHOCTUYECKe MEPONPUSITHS JIIst
YTOUHEHHs! IUarHo3a 1 AasibHel1lelt TAKTUKY BeleH!s] [TaLlMeHT-
KU. PeTpocnekTuBHbIN aHanM3 npeHaTanbHbIX (PpakTOPOB pUCKa
y ZIeTeii C MOCTHATAJIbHO BbISIBJIEHHOY XpOMOCOMHO¥ MaToJIOru-
el 10Ka3aJ BasKHOCTb M HeOOXOIMMOCTb CBOEBPEMEHHO# I0MOJT-
HUTEJIbHOI OLIEHKHM 3X0Orpapuyecknx v GUOXMMUYECKUX MapKe-
poB Il TpumecTpa, HEOMPEKTUBHOCTb MeENUKO-TeHEeTUYECKOro
KOHCYJIbTUPOBaHusl. YeTkoe COOI0NEHe TEXHOOTMU aHTeHa-
TaJIbHOro 00C/IEN0BaHMsI MO3BOJIUT CBOEBPEMEHHO YCTaHOBHT
ZMarHo3, NpefoCTasIisis CeMbe NPaBo pelLlaTb BONPOC O LieJIeco-
00pasHOCTH MPOJIOHTMPOBaHKsI GEPEMEHHOCTH.
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